We present a case series of X-linked bilateral periventricular heterotopia in a 31-year-old, neurologically unremarkable mother and her two consecutive female fetuses. During the first pregnancy, fetal MRI at 23+0 gestational weeks (GW) revealed severe bilateral periventricular nodular heterotopia (BPNH) and megacisterna magna, raising suspicion of X-linked BPNH. Post-mortem workup confirmed subependymal heterotopia. During the second pregnancy, fetal MRI at 25+2 GW showed less pronounced periventricular heterotopia and megacisterna magna, further fostering the suspicion if X-linked BPNH. Additional cranial MRI of the mother revealed severe BNPH, but no megacisterna magna. As mutations in the X-chromosomal filamin A gene (FLNA) are by far the most common cause of X-linked BPNH (Parrini et al., Brain, 2006) , DNA samples derived from maternal blood and chorionic villi biopsy during the first pregnancy were analysed and revealed a previously undescribed FLNA mutation. Apart from the detection of this novel FLNA mutation this case is remarkable as it demonstrates high phenotypic variance of the mutation, with the first fetus displaying much more severe BPNH on MRI than the second fetus. Despite heavy BPNH burden on maternal MRI, the mother did not suffer from epilepsy or any other neurological or mental disorder. This furthermore demonstrates that the imaging phenotype does not necessarily predict the clinical phenotype, a notion that has to be taken into account when estimating neurological significance of findings on fetal MRI.
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